At least 16 cases of inversion tandem duplications of the short arm of chromosome 8 have been reported. Structural rearrangements of chromosome 8 have made it possible to localise the gene for glutathione reductase (GSR) to 8p2I.l. We report here on a 16 month old boy with mental retardation with partial trisomy 8 owing to a de novo inv dup(8)(p12-*p23.1).
Case report
The proband, a male, was born by normal delivery at 38 weeks' gestation, weighing 2994 g, with a head circumference of 36 cm. The pregnancy was complicated by peripheral neuropathy and by polyhydramnios. At birth he had tachycardia, tachypnoea, and developed cyanosis. Initially he had difficulty in feeding. He had generalised hypotonia and also polycythaemia, which was treated by exchange transfusion.
Examination showed dysmorphic features which included dolichocephaly, hypertelorism, prominent, square forehead, micrognathia, and bilateral, low set ears (fig 1) Gene localisation studies confirmed the partial duplication 8p in our patient. The gene for glutathione reductase (GSR) (EC: 1.6.4.2.) has been assigned to the short arm of chromosome 8. Some patients with duplication of the short arm of chromosome 8 show increased levels of red cell GSR. 1 4 Indeed it has been shown that the GSR gene is localised to subband 8p2 1. 1.' Our patient, whose duplication involved this region of chromosome 8, had an increased GSR activity. 
